RettBASE: IRSF MECP2 Variation Database

Descriptions of Spreadsheet Codes

Note: Either ‘cDNA name’ or ‘protein name’ must be entered for each row. All other fields are optional.  However, full details are appreciated.

cDNA name - The systematic name for the change being described in the entry in terms of the effect on the cDNA sequence.

protein name - The systematic name for the change being described in the entry in terms of the effect on the amino acid sequence.  

gene – which gene is affected? Options include MECP2, CDKL5, FOXG1
pathogenic? - Looks at whether the sequence variation described is likely to be pathogenic. Options are "Y" (disease causing mutation), "N" (non-disease causing polymorphism or silent polymorphism), and "U" (unknown).

reason for pathogenicity - If the sequence variation has been determined to be a mutation or a polymorphism, the reasoning is briefly described here.  Leave blank for commonly-reported variations.

detection_method – The primary method used to detect that the patient had a sequence variation. Examples include “sequencing”, "SSCP", "PTT", "DGGE", "Heteroduplex analysis”, "DHPLC", "CCM" and "PCR/diagnostic restriction".  Leave blank if uncertain

chr_abnormality? - Looks at whether or not the person has chromosomal abnormalities (translocations, extra X chromosome, etc.). Give results if known, leave blank if uncertain.

pcr_repeat - Has the variation been found in a repeat PCR sample? Options are "Y" (yes), "N" (no), "NC" (not checked) and "NA" (not applicable).

family_screening_results - Have members of the person's family been screened for carrier status? Give results of screening if yes.  Leave blank if uncertain.

other_mutation_detected? – Are other variation(s) detected in this individual other than the one described in earlier fields? Give details of second mutation if applicable.

control_screening_results - Have normal chromosomes been screened for the variation found? Give the number of chromosomes/controls tested and found negative for the variation.
x_inactivation_results - Have X-inactivation studies been done on the person? Give details of results if yes. Leave blank if uncertain

DNA_source - Source of tissue for DNA / whatever. Currently suggested values are "Blood", "Brain", "Muscle" and other. Leave blank if uncertain

x_inactivation results from family members - Have relatives been studied for X-inactivation? Give details of results if applicable.  Leave blank if uncertain.

identifier - a code created based on name and date of birth of the person, generated by ID generator spreadsheet attached.  Alternatively just date of birth could be entered.  The identifier is to prevent duplicate entries in the database in a manner that protects patient anonymity. This information cannot be accessed from outside sources

sex - The gender of the person. Categories include "M" (male), "F" (female), and "U" (unknown).

clinical classification - Does the person have Rett syndrome? Choices are "R" (Rett), "NR" (not Rett) and "NK" (not known).
phenotype description - If the person has Rett syndrome, what kind of Rett syndrome do they have? Categories include "classical", "atypical", "forme fruste", "preserved speech", "congenital onset", "male variant" and "not certain".  More detailed description of phenotype may also be given

If the person does not have Rett syndrome, what best describes their phenotype? Categories include "sporadic mental retardation", "X-linked mental retardation", "unaffected family member", "Angelman syndrome", "non-progressive encephalopathy of neonatal onset", "autism only", "progressive encephalopathy of neonatal onset", "not certain", "mental retardation and autism combined", “epileptic encephalopathy”, “infantile spasms”, “West syndrome”, and "Non Rett syndrome control".  Other text and/or detailed description may also be given.

comments - Any other comments the submitter wishes to make.

